Table S1. Regulatory effects of the SNPs selected for the study and their effect on gene expression

Regulatory effects according to HaploReg, SNPinfo, Regulome DB, VannoPortal

Expression QTLs Splicing QTLs
SNPs . Reg (GTEX) (GTEx)
Prom Enh TF Splicing Reg - -
histone | histone | DNAse | Mtered Binding Rank / Score | “pqp, SIFT/ Score | b tential genes/ tissues genes/ tissues
reg motifs - RegulomeDB CADD Vanno .
marks marks evidence ESS Portal SNPinfo
rs10490924 ARMS2: 8 ARMS?: 1
ARMS2 - - yes 15 5 5/0,13 - Damaging 0.192 - PLEKHAL: 6 .
X ; PLEKHAL: 1
missense HTRAL: 1
rs2230199
GPR108: 7
_C3 yes yes yes 28 29 3a/0,86 yes Tolerated 0.584 0,33 CTD-3128G10.7- 1 -
missense
rszésszl“ CFI: 1
Likely PLA2G12A:23 CFI: 33
go'ﬁfsﬁiig ; ) ) 10 ! 410,60 Yes | pathogenic | 0327 0,36 MCUB:1 PLA2G12A: 7
. CASP6: 4
variant
CFHR3: 27
rdien i es es 20 16 50,13 - _ 0.315 _ CPHR1: 18 CFH: 12
intron variant y y ' ' CFHR4: 1 CFHR1: 3
ZBTB41: 1
CFH: 8 .
rs800292 KCNT: 5 Cga:;’l
CFH - - - 10 - 7/0,18 - Tolerated/ | 0.156 0,26 CFHR3: 5 :
) : CFHR1: 1
missense CFHR1:1 F13B: 1
CFHR4: 1 '

CADD - Combined Annotation Dependent Depletion tool; DNAse — DNAse hypersensitive regions; Enh — Enhancer; ESE - Exonic Splicing Enhancer, ESS — Exonic Splicing Silencer;
Prom — Promoter; Reg — regulatory; TF - Transcript Factor.




e F WY e e e |

rs2285714
NC_000004.12:9.109717654C>T
(minus strand)
CFI, complement factor |
PLA2G12A, phospholipase A2 group XIIA . f
FAM - C allele, reference M AR ana o YT
VIC —T allele, alternative, risk allele IV AUV LA AT

rs10490924
NC_000010.11:9.122454932G>T
ARMS2, age-related maculopathy
susceptibility 2
(plus strand)
FAM — G allele, reference
VIC - T allele, alternative, risk allele

T 6k LA

rs2230199
NC_000019.10:9.6718376G>C
C3, complement C3 (minus strand)
FAM — C allele, alternative, risk
allele
VIC — G allele, reference

A Allelic Discrimination

Lo T TTTTT T T

RARENR
|

LADNNRARRAN UL AR
EE L ET RN U AR

| ,‘\,'

Alelic Discrimination trrailee TR El b a e I
f o e Ty ) r [y 03 -
uw:! 1800 .‘r [ 4%
I I t -
mo" * [ ot 1 L]
T 1 L
. (wnvb 200
| = ‘. 5, & i I 4
3400 - 4 A at H
2 , O . : g
g | o | i | & 1000 | i & n
g ] N ] A | | 2 i £ 4
P f2 1AV VL s 3 o] R
2 I A { oL ALY B { WAL VA F s oA AT Vata & -
< N kS + " ol (T IR 4 .
3 00 L4 R N TR e 3 1 ] & B
H it s : . 4 1 : 3 §
&
400 -, , 1000 1000
e 7 '
2600 H 0 . . .
B e’
2.9°% 500 |
*e f .o
a0} - ‘ o ;
t . | \ A I i | 600 + o, ] ) 200 400 600 800 1000 1200 1400
° 200 400 600 800 | \ | 1000 1500 2000 2500 RFUforAbwia) -FAM

RFU for Allele 1 - FAM i\ RFU for Allele 1 - FAM

(a)

rs6677604
NC_000001.11:9.196717788G>A CFH,
complement factor H (plus strand)
FAM — A allele, alternative, protective
VIC — G allele, reference, risk allele

solleg by ste snbonntloaling
S : & Ca rs800292
NC_000001.11:9.196673103G>A
CFH, complement factor H (plus
strand)
FAM — A allele, alternative, protective
| VIC - G allele, reference, risk allele

ANNensHan AHCKPHMMNHALMA vl ) Alelic Discrimination
L] L.
6000 L & |
o 1500 +
S0 ® ) i ) T ]
& L ( A A 5 |
L] | A ( &
g 'y | A | f = |
- ry
5 4000 { Wy g AA { 3 o0t .{,N‘
s u AN Vas 3 3
2 ! A A A : 2
@ 3000 Al
s o |
2000 } ° ) |
L1 o \ I | \ }
+ t | f A 1
1000 1500 2000 2500 3000 | naf A Y LI ses .

| 1N 1 o 100 200 300 400 500 600 700 800
OE® ans Annens 1- FAM \ |/ ] \ VAR RFU for Allele 1- FAM

(d) (e)

7 Tiiter Lios
|
' g Eugiars [N}
|
R N TR

A IPNNRANRANY [RRWAAND!
NI

Figure S1. Allelic discrimination and Sanger verification results of rs2285714 (a), rs10490924 (b), rs2230199 (c), rs6677604 (d), rs800292 (e).



